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発症年齢 小児～成人 乳児 小児
肝脾腫 ＋～＋＋＋ ＋ ＋＋＋
骨病変 ＋～＋＋＋ － ＋＋＋








死亡年齢 6～80歳 ＜2歳 20～40歳
遺伝形式 常染色体劣性遺伝（民族差があり，ドイツ・ポーランド系ユダヤ人に多い）
世界全体からみた頻度割合
（患者数：5,000～10,000人） 92％ 1％ 7％
日本国内の頻度割合





























行していった．一方，入院中に β glucosidase 活
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図 8 大脳皮質第 3層以深の中拡大像
血管周囲に Gaucher 細胞が出現していた．
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剖検結果から呼吸管理の重要性を再認識させられた 2型 Gaucher 病の 1例 １０５
An autopsy case of type II Gaucher disease in whom the importance
of respiratory control was confirmed
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Abstract
A boy of type II Gaucher disease was first admitted to our hospital at the age of 4 months, ac-
companied with opisthotonus, hepatosplenomegaly and unfavorable weight gain. At the age of 6
months, massive milk aspiration-related suffocation occurred. Artificial respiratory control and
artificial surfactant administration transiently improved the respiratory state, and extubation was
performed. However, subsequently, milk aspiration was repeated, and tracheotomy was per-
formed at the age of 7 months. From 9 months of age, seizure and apnea attack was observed
frequently, he was definitively diagnosed with this disease at the age of 10 months. However, he
died of respiratory failure immediately before the start of enzymatic substitution therapy.
Autopsy on the same day revealed a large number of Gaucher cells in the pulmonary alveolus,
whereas Gaucher cells were slightly scattered in the brain. In all layers of the cerebral cortex,
most neurons had exfoliated. However, there was no deciduation in the brainstem. The patho-
logical findings of the lung suggested that repeated aspiration pneumonia has brought on the in-
filtration of Gaucher cells in the alveolar cavity. In patients with type II Gaucher disease, it may
be important to prevent aspiration by starting active respiratory control in the early phase.
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